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Bilateral anorchia is deﬁned as the complete absence of testicular tissue with a normal male karyotype
and phenotype. Although the precise etiology is not well understood, mechanical causes during or after
testicular descent have been suggested, while genetic factors have also been reported. We treated a patient
with bilateral anorchia who obtained excellent growth by testosterone replacement therapy as compared with
his normal identical twin. The patient was diagnosed with negative elevation of testosterone after hCG
administration and surgical exploration conﬁrmed the absence of a testicular structure. We began
testosterone replacement therapy from 13 years old with the goal of matching the development of his brother.
Four months after initiating therapy, the patient showed voice breaking and pubic hair growth. Thereafter,
there were scant differences in height and secondary sexual characteristics as compared with his brother.
(Hinyokika Kiyo 57 : 399-401, 2011)

























9歳 7カ月時 : 再度 hCG 負荷試験を行うも陰性で
あり，無精巣症と診断し，両側義精巣挿入術を施行し
た．
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Fig. 1. The ﬁgure shows the patient obtained excellent growth by testosterone replacement therapy as compared with
his normal identical twin.







(testicular regression syndrome) とは性質を異にする．
小児期において両側停留精巣の診断で手術を施行さ




























Steroidgenetic factor 1 (SF1) の mutation が認められた
という報告もある9)．Inslin-like 3 gene (INSL3），



































1) Borrow M and Gough M : Bilateral absence of testes.
Lancet 1 : 366, 1970
2) Abeyaratne MR, Aherne WA and Scott JE : The
vanishing testis. Lancet 2 : 822-824, 1969
3) Levitt SB, Kogan SJ, Engel RM, et al. : The
impalpable testis : a rational approach to management.
J Urol 120 : 515-520, 1978
4) Rai M, Agrawal JK, Sasikumar V, et al. : Bilateral
congenital anorchia in three siblings. Clin Pediatr
33 : 367-369, 1994
5) Pedreira C, Ramos KM, Peixoto LI, et al. : Agonadism
XY with familial recurrence. Basic Life Sci 4 : 91-96,
1974
6) Aynsley-Green A, Zachmann M, Illig R, et al. :
Congenital bilateral anorchia in childhood : a clinical,
endocrine and therapeutic evaluation of twenty-one
cases. Clin Endocrinol 5 : 381-391, 1976
7) 上松あゆ美 : 小児中枢性内分泌障害のホルモン治
療．脳外速報 20 : 442-447，2010
8) Huff DS, Wu HY, Snyder HM 3rd, et al. : Evidence in
favor of the mechanical (intrauterine torsion) theory
over the endocrinopathy (cryptorchidism) theory in the
pathogenesis of testicular agenesis. J Urol 146 :
630-631, 1991
9) Philibert P, Zenaty D, Lin L, et al. : Mutational
analysis of steroidogenic factor 1 (NR5a1) in 24 boys
with bilateral anorchia : a French collaborative study.
Hum Reprod 22 : 3251-3261, 2007
10) Canto P, Escudero I, Söderlund D, et al. : A novel
mutation of the insulin-like 3 gene in patients with
cryptorchidism. J Hum Genet 48 : 86-90, 2003
11) 守山典宏 : 一卵性双生児の一人にみられた無精巣
症の 1例．日不妊会誌 38 : 520，1993
(
Received on October 13, 2010
)Accepted on March 13, 2011
加藤，ほか : 無精巣症・一卵性双生児 401
